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Chromosomes  are  a  method  of  organising  the  DNA  into 






















The  situation  can  become  more  problematic  when  a 
translocation  is  being  described.  A  translocation  is  a 
chromosomal  rearrangement  caused  by  the  exchange  of 


















confusing  e.g.45,XX,der(13;14)(p11;q11)  This  describes 
a common Robertsonian translocation where one copy of 
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be  helpful  to  call  the  genetics  department  and  either  the 
cytogenetic staff or one of the clinicians will be able to help.
A technique for looking at small specific microdeletions is 
























































































Chromosomes  are  a  way  of  organising  the  DNA  into 
manageable packages. Genes too are very organised. They 
consist of segments called exons, which code for proteins 









































using  internationally  agreed  standards.  One  of  the  most 
common tests carried out in any molecular genetics laboratory 











So,  having  ploughed  through  all  this  theory  –  how  does 
genetic testing work in clinical practice?
Clinicians are aware that the time taken to get a molecular 

















This  is  a  life-limiting  X-linked  disorder.  The  diagnosis 

































and  genetic  testing  is  only  rarely  required.  However 
neurofibromatosis type II is a very different condition. Skin 
changes are not obvious and there is a high risk of intracranial 
tumours.  Genetic  testing  is  very  helpful  for  the  at-risk 
relatives of an affected individual and will enable them to be 
appropriately investigated and followed up.











may  have  a  greater  influence  on  choices  of  treatment. 
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